Complete trisomy 22, with or without mosaicism, has been reported as a distinct syndrome. In this report an infant is described who was externally male but with female rudimentary internal organs and whose karyotype was 47, XX+22. (Arch Dis Child 1994; 71: F57-F58) Trisomy 22 is a rare condition, with less than 20 reported cases' in the world literature and the intrauterine death rate is high. The phenotypic features are varied and include growth retardation, microcephaly, low set and malformed ears, micrognathia, cleft palate, antimongoloid slant eyes, long and sloping forehead, congenital heart disease, and hypotonia.2 Hypoplastic genitalia have been described in a few cases of trisomy 22 but in none of these cases has histology of the gonads been reported. Detailed postmortem examination in our patient revealed the presence of testicular tissue in both gonads confirming gonadal sex status as male.
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erectile (corporal) tissue. The testes were not palpable. He remained hypotonic and failed to gain weight in spite of nasogastric tube feeding. He developed a cardiac murmur in the first week of life and remained cyanosed in air. An echocardiogram showed an atrial septal defect and possible abnormal pulmonary valve. An ophthalmological examination revealed no abnormality and the ultrasound scan of the brain and renal system was normal.
A human chorionic gonadotrophin stimulation test was performed (500 IUX3) and the testosterone concentration rose to 2-0 mmol/l from a baseline concentration of 1-5 mmol/l. The serum 17 hydroxyprogesterone concentration of 18-7 nmol/l (normal <20 nmol/l) excluded 2 1-hydroxylase deficiency. The baby failed to make progress and died aged 3 months.
A postmortem examination revealed a small rudimentary vagina and uterus and both gonads which were located in the abdominal cavity contained testicular tissue (fig 1) . 
Cytogenetics
Chromosomal studies were performed on both short term peripheral lymphocyte cultures and on skin fibroblasts. The sex chromosomal constitution of the patient was XX using standard methodology including G banding without any evidence of a structural alteration of either X chromosome. Trisomy for chromosome No 22 was present (fig 2A) which was confirmed by chromosome painting (fig 2B) . Application of Y specific probes for the centromere and GMGY1 0 did not reveal the presence of Y material either as a translocation to Xp or in a separate cell line in mosaic form. The probe GMGY3 which is closer to the testicular determining factor (TDF) locus was uninformative. The chromosome patterns of both parents were normal. 
Discussion
The testosterone response to human chorionic gonadotrophin stimulation was subnormal,3 suggesting that the origin of the incomplete male development may have been inadequate testosterone production.4
Abnormality of genitalia with intersex has previously been reported in a newborn with partial trisomy of 13 and 22.5 However, all previous reported cases of trisomy 22 with ambiguous genitalia have been male whereas in our patient the karyotype was female.
Despite the gonadal histology, the basic fluorescent in situ hybridisation tests including chromosome painting and conventional G banding did not reveal a structural anomaly of one of the X chromosomes involving an X-Y interchange or mosaicism. Ultimate proof would require the application of a probe close to, or for, the sex determining region of the Y chromosome; so-called SRY, which as yet has not been possible in this case. Stored material is available for further investigation at a later date. It is now evident that in some XX patients with testicular tissue where the patient has abnormal or ambiguous genitalia it is not possible to demonstrate Y sequences on either of the X chromosomes.6
